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The popliteal pterygium syndrome is a highly characteristic congenital malformation syndrome affecting the face, limbs, and genitalia. Gorlin et all 2 coined the term 'popliteal pterygium syndrome' on the basis of the most unusual anomaly, the popliteal web. In some publications the names of Fevre and Languepin3 are used as an eponym. A more descriptive term suggested for the condition, on the basis of incomplete expression of the features of the syndrome, is 'faciogenitopopliteal syndrome'.4 However, the most widely used term for this disorder is 'popliteal pterygium syndrome'. Autosomal dominant inheritance with highly variable expressivity and incomplete penetrance is widely accepted. The term popliteal pterygium syndrome has also been used for two autosomal recessively inherited conditions,5 6 which are, however, clinically distinguishable.
Historical notes
The formation of tissue webs across the popliteal fossa is an uncommon event. First reports of this anomaly in medical publications date back to the second part of the 19th century. The first report is attributed to Trelat in 1869.7 Wolff8 reported a female patient with popliteal webs and further congenital anomalies, including a caudal appendage and reduction defects of the toes, to the Society of Surgeons in Berlin. He compared the very unusual webs with pterygia seen in some animals and stated that pterygia in the popliteal fossae had never been described in animals. Basch9 reported a 4 month old infant with popliteal pterygia, who died in infancy, and gave a very detailed necropsy report and drawing of the abnormal placement of tendons and muscle insertions within the pterygia. Kopits Prenatal diagnosis Prenatal detection of cleft lip and palate by ultrasound is possible. In severe cases, the popliteal pterygium can also be disclosed by ultrasound because of abnormal movements and lack of ability to stretch the knee. However, in view of the good overall prognosis and the usually normal intelligence, ethical questions need to be taken into consideration if termination of pregnancy is requested by the parents.
Pathogenesis
The pathogenesis of the syndrome is only partly understood. Intraoral webs and ankyloblepharon filiforme adnatum suggest excessive proliferation of the epithelial layer of the blastoma of the lower jaw and eyelids, occurring in the early first trimester of pregnancy.44 45 In the popliteal pterygium, displacement of muscles and tendons occurs.'6 The underlying mechanism for the popliteal pterygium syndrome is thus clearly different from the mechanism in multiple pterygium syndrome, where no displacement of muscles is found and the pterygia formation is attributed to limited intrauterine joint mobility. 38 The congenital sinuses of the lower lips are thought to be a remnant of the lateral sulci originating from a genetic defect. 4 
